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Pesome

CuHapom LLBaxmaHa-[laiiMoHaa — pefikoe 3aboseBaHie, Hacnedyemoe no ayToCOMHO-PELIECCUBHOMY TUMY, XapakTepu-
3yloLeecs BHEWHECEKPETOPHOM HEIOCTaTOUHOCTBIO MOAXENYA0UHON Kee3bl, KOCTHBIMU aHOMANMAMI, 331EPXKON POCTa,
HEe0CTaTOUHOCTbI0 KOCTHOMO MO3ra C MOBbILIEHHbBIM PUCKOM Pa3BUTUS MUENOANCNNACTAYECKOrO CUHAPOMA 1 OCTPOTO
MUEeN0BAACTHOrO Netko3a. KnuHuyeckas maHubecTauys 3abonesaHis HabnioaeTcs B HeoHaTanbHOM Bo3pacTe. [atonorus
TpebyeT NoXu3HeHHOW GepMeHTO3aMeCcTUTeNbHO Tepanuu.

B cTaTbe NpoBefeH PETPOCNEKTUBHBIN aHaNU3 YeTbipeX UCTOPUIA 6ONe3HN AeTell C YCTaHOBNEHHBIM AMArHO30M CHHAPOMA
[BaxmaHa-[laiiMoHa. Ha npumepe JaHHbIX KNMHUYeCKMX CllydaeB NokasaHa BaXKHOCTb CBOEBPEMEHHOM IMAarHOCTUKN 1 Te-
panuu 3abonesaHua. PaHHARA AYarHOCTUKA U Ha3HaueHue ONTManbHOW GepMeHTO3aMeCTUTENbHO Tepanumu CnocobcTayeT
afleKBaTHOMY G13MyecKoMy Pa3BUTVII0 pebeHKa, YyuUliaeT ero KaueCTBO KIU3HM 1 NPOrHO3.
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Summary

Shwachman-Diamond syndrome is a rare disease inherited by autosomal recessive type, characterized by exocrine pancreatic
insufficiency, bone abnormalities, growth retardation, bone marrow insufficiency with an increased risk of developing
myelodysplastic syndrome and acute myeloblastic leukemia. The clinical manifestation of the disease is observed at the
neonatal age. Pathology requires lifelong enzyme replacement therapy.

The article contains a retrospective analysis of four case histories of children with Shwachman-Diamond syndrome. These
clinical cases illustrate the importance of timely diagnosis and treatment of the disease. Early diagnosis and prescription of
optimal enzyme replacement therapy contributes to adequate physical development of the child, improving his quality of

life and prognosis.
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BBepeHne

Cunpgpom llIBaxmana-Jlaitmonzga (Shwachman-
Bodian-Diamond syndrome, SBDS, Shwachman-
Diamond syndrome, SDS, CIII [T, OMIM 260400) — sT0
3abojeBaHMe U3 Irpynnsl pubOCOMONATNI, Xapak-
Tepusylollleecs HeOCTATOYHOCTBIO 9K30KPUHHO
dyukuun nopxenynodHoii xenesst (IDK), KocTHbIMK
AHOMAIMAMH, 3afIeP>KKOI pOCTa, HEJOCTATOYHOCTDHIO
KOCTHOT'O MO3ra C IOBBIIIEHHbIM PUCKOM pPa3BU-
THA MUETOAUCIIACTUYECKOTO CMHAPOMA M OCTPOTO
M1e06/1acTHOTO feitko3a. 3abomeBaHme OTHOCUTCS
K HacNe[ICTBEHHBIM CMH/IPOMaM C aQyTOCOMHO-pellec-
CUBHBIM TUIIOM HaclefoBaHuA. YacToTa BcTpedae-
mocTu cuHzipoma IlIBaxmaHna-Jla/iMOHa cOCTaBIsAET
1 cyyait Ha 5076 ThICAY HOBOPOXXJEHHBIX. [1, 2, 3].
Ha cerogusamumit geab 8 MKB-10 y CIIII Het co6-
CTBEHHOTO KOJia, I03TOMY JaHHOe 3a60/IeBaHMe KOLHU-
pyercs y meuaTpoB U raCTPO3HTEPOIOroB Kak K86.8 —
IpyT¥ie yTOYHEHHbIE 60/IE3HN OKETYJOYHO JKeesbl
nau Q45.3 — npyrue Bpo>k/leHHble aHOMAJINM TTOJ]Ke-
JTYLOYHOI >Kele3bl ¥ NPOTOKA MOKeTyOYHOI JKee-
3bL, vn), miau K90.3 — maHKpearndeckas creatopest.

Y nMmyHonoros u remaronoros — D84.8 — npyrue
YTOYHEHHbIE MMMYHO/eGUINTHDIC HAPYLIIEHUA VUIN
D70 — BpoXXJieHHasA HENTPOIIeHN (arpaHyIoLNTO3).

I'en SBDS, myTanyuy B KOTOPOM BbI3bIBAIOT Pa3BUTIE
CIIJ, 6511 npentuduuposat B 2001 I. MccTe[0BATEAMY
u3 TopoHTo. I'eH T0KanM30BaH Ha IIMHHOM IUIeYe XPOo-
MocoMbI 7 B mosuuuu 7q11. Hanbornee gacTbiMy MyTanmu-
saMu B ree apnAnTcA ¢.183_184delinsCT n ¢.258+2T>C,
KOTOpbIe BCTpevarTcs y 76% 6onpubix ¢ CII]T [4, 5].

B HacToslIIee BpeMs TaK>Ke OMJMCaHbI HOBbIE MyTALNN
Brene SBDS (L. Steele u coasm., 2014): ¢.170T>C (p.Phe57Ser),
c.410T>C (p.Met137Thr), c.428C>T (p.Serl43Leu),
¢.650_651delinsCT (p.Phe217Ser). Benok SBDS npucyT-
CTBYeT BO BCeX K/IeTKaX YeJI0BeYeCKOTo OpPraHn3Ma, HO
B HanOOJIbIIEM KONMYECTBE OH HAXOANUTCA B KJIETOYHOM
Afpe, IPEVMYIIECTBEHHO B y4acTKe OMOCHHTe3a P1OOCOM.
B Hanbornburem komryectse 6emok SBDS o6HapyskmBaeT-
a1 B kIetkax IDK, KocTHOro Mo3ra, KOCTHOJ TKaHH, 4TO
ompefiensgeT KTMHINYECKYIO KapTUHY 3aboneBanns. B He-
60/IBIIOM KOMITYECTBE OH TaKyKe COfIePKUTCA B IIeUeH,
JIETKIX, TIOYKaX, TOIOBHOM MO3Te€, B TKaHAX I71asa [4, 5, 6].
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OK30KpuHHasA HefocTtaTouHocTh IIDK mposasnser-
Cs1 C POXKZIEHMA B BUJIE YYallleHHOT O, Pa3XM>KeHHOTO
JKMpHOTO cTyra. ITosxe, M3-3a HapyIIeHNA BCcachIBa-
HIS )KMPOPACTBOPUMBIX BuTaMnHoB A, D, E, K mo-
I'yT HPUCOEAMHATHCA CUMITOMbI TUIIOBUTAMUHO32
(cyXocTb KOXMI, TeMOPParn4ecKuii CHHAPOM, PaXnT,
HapylleHVe MIHepann3alny KOCTHOI TKaHM). B cydae
OTCYTCTBU aJIeKBaTHOJI TepaIny pasBUBAIOTCs OeTKO-
BO-9HEPreTNIecKasi HeJOCTATOYHOCTD I fe(pUIINTHBIE
COCTOSIHM A Pa3HOII CTeIlleH) BbIpaXKeHHOCTH [7].

Cpepu reMaTonoOrndecKux HapyuieHuir Hanbomnee
vacTo (B 88-100% cnydaeB) BcTpedaeTcst abCOMIOTHAS
HeITpOIleHNs, JUarHOCTIpyeMas y)Ke B HeOHaTa/lb-
HoM niepuope. [Tanuentsr ¢ CHIJ] oTHOCATCSA K BBICOKOI
TPYTITe PYICKa IO PAa3BUTIIO MIETOAVICIIIACTIIYECKOTO

MaTepman bl 1 MeTOA4bl

PeTpocnexTuBHO poBe/ieH aHa/IN3 YeThIPeX UCTOPUIA
6071e3HM [leTelt C yCTaHOB/ICHHBIM AMArHO30M CUHJPO-
ma llIBaxmana-/laitmorsa. Cpey HUX 2 Manb4uKa
1 2 IeBOYKM, B TOM YIUC/IE, OfMH CEMEHbII CIyJail.
IIpoBopuIach OleHKa )Xa100, aHaMHe3a, Ha/TN 4 sI
OCTIOKHEHUIL, TedeHus1. Takxe OlleHMBa/NINCh Pe3y/ib-
TaThl 00I[ero M GMOXMMMYECKOTO aHaIM3a KPOBH,
KOIIpOTpaMMBbl, TAaHKpeaTM4YecKoll syacTasbl-1 Kana,

Pe3synbTraTbl nccnegoBaHus

B xopie aHamM3a OBUIM BBIABICHDBI O0LIME CYMITOMBI:
njoxas nNpubaBKa B Bece, 3ajlep>kka GpU3NIecKoro
Pas3BUTHUA, CHVYDKEHME AIlIeTUTA, YaCThIN U 0OM/Ib-
HBIil HeOOPMJIEHHBII CTYJI, KOCTHBIE Aedopmanumu,
a TAKOKe YacThle peCcHMpaTopHble 3abomeBanms. B 06-
I[eM aHaau3e KPOoBM 3adMKCHPOBAHBI HEITPOIIEHN S
U TPOMOOLMTONICHN Pa3HOI CTEIIeHN BBIPA>KEHHO-
cTu, MaHMdeCcTal A KOTOPBIX HAO/I0/jaIach B Pa3HOM
Bo3pacTe. JJo Ha3HauYeHM A CIIenNPUIECKOTO JIeIeH I
B KOIIpOrpaMMe IPUCYTCTBOBaNA cTeaTopes 1 Tuma.
Y KaXX[0oro manmeHTa Hab/I0[aoCh BEIPasKeHHOE
CHIDKeHMe IoKa3aTeseil IaHKpeaTM4YecKoil /1acTa-
3bl-1 B Kaje (0T 5 10 50 MKI/T), CBUAETENbCTBYIOLIIE
0 TAXKE/IO BHEIIHECEKPeTOPHOI HeJOCTaTOYHOCTH)
IO/ KTy JOUHO JKene3bl. B xome mposepgenusa Y3
OBII 661111 BBIABJIEHBI BbIpaXKeHHbIe N1 dy3HbIE 13-
MEHEHMA MOJ>KeTYLOYHOI XKeJle3bl, a TAaK)Xe I'MIIO-
IJIa3MsA OpTaHa y O HOTO U3 MCCIeyeMbIX. B kayecTBe

cunppoma (MJIC) u ocTporo Mueno61acTHOTO eitkosa
(OM) [5,7, 8].

VI3 KOCTHBIX aHOMa /N1 Harboree 9acTo BCTPEYaroT-
Cs1 OTCTaBaHMe KOCTHOTO BO3PACTa, HU3KIIT POCT, aHO-
Majuy pa3BUTHA I'PYRHON KIeTKM, KIMHOTAKTIIINA,
runorntasus ganaHr, MetadpusapHas JUCXOHIPOILIA-
3151, Ba/IBI'YCHAs WM BapycHas gepopmarys cror [7, 9.

[Taronorus TpebyeT MOKM3HEHHO (epMeHTO3a-
MeCTUTENbHON Tepanuu. I109ToMy cBOeBpeMeHHast
AMATHOCTVIKA ¥ TePAIINs 3a60/IeBAHMS CIIOCOOCTBYIOT
afleKBaTHOMY pU3IIeCKOMY PasBUTHIO pebeHKa, yIyd-
IIAIOT €T0 KAY€CTBO )KU3HY U IIPOTHO3.

Ilens uccnegoBanus. CoBeplIeHCTBOBaHME PaH-
Heil JMAaTHOCTUKY U Tepaluy y ieTell ¢ CUHIPOMOM
IlIBaxmana-/larimonpia.

TeHEeTMYEeCKOTo MccneoBann. V3 mHCTpyMeHTalb-
HBIX METOJ,0B IIPOBOAM/IOCH Y/ILTPa3ByKOBOE MCCTIEN0-
BaHMe opranos 6promHoit nonoctu (Y3U OBII), a npn
BBIPA’KEHHBIX KOCTHBIX U3MEHEHMAX — PEHTTeHOO-
IUYecKoe MCCIeJoBaHue.

IleTy HabMIOAAINCD B IIeAMaTPIYECKOM OT/eTeHU N
HVIKW nepmatpun n feTCKoi XMPyprum MMeHN aKa-
nemuka lO.E. Benpruiena.

nuddepeHIManbHON AUATHOCTUKN C MYKOBUCIIUIO-
30M OBIT MCIIONIb30BAH aHAJIN3 Ha COfepP>KaHe X/I0-
puia HAaTpKA B TIOTe. Y BCeX MAaIMeHTOB IT0Ka3aTeNn
6b11H B Ipefienax pedepeHCHbIX 3HaveHN 1 (Tabma 1).

ITo pesynbraTaM peHTTeHOTpaduUM KUCTeN PyK
Y OHOTO MalyeHTa Hab/II04aTach HepaBHOMEPHOCTh
CTPYKTYPbI MeTapM30B TyUeBBIX KOCTEIl: YIaCTKM
Pa3peskeHNA CTPYKTYPBI, Yepe/fyIolecs ¢ yJacTKaMu
CKJIepo3a. Y 3TOTO )Ke IaI[eHTa TAKKe IIPOBOJMIACH
peHTreHorpadus razobepeHHBIX CYCTaBOB, B pe-
3y/IbTaTe KOTOPOIt ObI/Ta BbIAB/IEHA BAPyCHAA LIeed-
Ho-IMadusapHas fedopMarys ¢ yKOpodeHMeM IieeK
U u3MeHeHus1 pOPMBI TA30BBIX KOCTEN (PUCYHOK 1, 2).

Kaxgomy pe6eHKy ObII0 IPOBeIeHO TeHeTIYecKoe
UICCTIeIOBAHNe, B Pe3y/IbTaTe KOTOPOTO BBIABIIAINCDH
myTtanuu B rede SBDS. Haubonee 4acTbIMM MyTaIiy-
AMH y UCCTIeyeMbIX oKasanuch: ¢.183_184delinsCT
n c.258+2T>C.

.:;aG""""a 1. CumnToMbl/MccnefoBaHuA nauyuent 1 naumneHT 2 nauueHT 3 nayueHT 4
e3ynbTaTbl
+ (meprieHTUNb  + (MEpUEHTUNIb  + (HepueHTUIb  + (IMepLeHTUIb
npOBe,u,eHHblxu 3afiep)KKa GU3NIECKOTO PasBUTUS 3-10%) 10-25%) 3-10%) <3%)
nccnenoBaHmin
YaCTBIil, OOMIBHBII, XU PHBIIT
o + + + +
Heo(OPMIIEHHBIIT CTYIT
KOCTHbIE U3MEHEHU ST + + + +
HeTPOINeHNsI ++ (I-KC®D) ++ (I-KC®D) ++ (I-KC®) +
TPOMOOLUTONIEH U + - - +
creatopes 1 Tuna + + + +
CHIDKEeHMe TTaHKPeaTMYeCKoi 3/1acTa3bl — + (<50) + (<50) + (<50) + (<50)
1 B kase (MKr/T)
Andysusie nuddysHbie nuddysHbIe nuddysHbie
Y3U OBII (mopxenyfodHas xenesa) U3MEHEeHUS,
M3MeHEHU I U3MeHEeHU s M3MEHEHU s
TUIIOTIIA3M S
cofiepKaHMe XJI0puza HaTpysA B IIOTe N N N N
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PucyHok 1, 2.

O6cyxpaeHne

Y KaXIoro manyueHTa CUHAPOM MaHU(pECTUPOBAT
B IepBble TOABI )KM3HU U IPOSBIANCI OTCTABAHU-
€M B MacCO-pPOCTOBBIX IOKa3aTeaAX U HaAM4dMeM
YacTOTO0 HeOPOPMIEHHOTO CTya. JJo IOCTaHOBKU
[PaBU/IBHOTO AMArHO3a BCe MAllVIeHTbl HaOTI0/januch
Y PasHBIX CIIEIIaNNCTOB U MOTyYanu KOMIUIEKCHYIO
Tepamnnio, He JAIOMIYI0 MOTOXUTENbHYI0 IMHAMUKY.
OKoHuYaTe/NbHBbII {UATHO3 OB/ BHICTABJIEH B CpeiHEM
crycTs 4-6 net nocie Maunudecranuyu. Y oZHOro 13
MaIeHTOB OKOHYATENbHBIN JUarHO3 ObI/I BHICTAB-
JIeH TONbKO crycTs 10 et mocie MaHudpecTanim.
Bcem manmeHTaM GBIV Ha3HAY€HBI AMETOTEPAIINS

3aKknwyeHune

JlaHHa s MaTONOTMA ABNAETCA TAKENBIM 3a00/IeBaHMeM
1 TpebyeT HaCTOPOXKEHHOCTH Bpaya-Te/inaTpa, TaK Kak
Ha PaHHUX 3TaMaX KMHMYECKas KAPTUHA JOCTATOYHO
HecrennuyHa. VI3 3TOTO ClefyeT, 4TO 4eM paHbIIe
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